In 1961, Rosselli and Gulienettil reported four patients with hypohidrosis, hypotrichosis, microdontia, dystrophic nails, cleft lip and palate, deformities of the extremities, and malformations of the genitourinary system. Syndactyly was the predominant digital deformity. Phenotypically normal parents who were first cousins suggested an autosomal recessive mode of inheritance in two of their cases who were sibs. In 1970, a very similar clinical condition was described as the EEC syndrome (ectrodactyly-ectodermal dysplasia-cleft lip/palate) by Rudiger et a12 and Freire-Maia3 almost simultaneously. Other reports" suggested autosomal dominant transmission in these cases. We report two male sibs from Turkey who show tetramelic syndactyly, ectodermal dysplasia, cleft lip and palate, renal anomalies, and mental retardation. We discuss the similarities between these two sibs and previously reported cases and review their mode of transmission.
was said to have a cleft lip deformity. Unfortunately no more details were available. The family's first offspring was aborted in early pregnancy. The second, a healthy boy, is 11 years old. The third pregnancy ended as a stillbirth but had no congenital malformations. The fourth and fifth children are our probands.
CASE 1
The older son (IV.4, fig 1) 38Conul Ogur and Memnune Yuksel for the repair of the bilateral cleft lip was performed. At the age of three years his cleft palate was also repaired. The two brothers were first referred to our Paediatric-Genetic Section from the Department of Psychiatry where they were already being followed for their mental retardation.
On physical examination the scalp hair and eyebrows were sparse, light, short, thin, and kinky. The eyebrows were especially sparse in their lateral halves. His face was narrowed with a happy expression. He had a broad, flat nose, low set, large ears, and a prominent chin. His upper lip showed surgical scars related to cleft lip and palate operations (fig 2) .
The teeth were all very carious and notched. The lower incisors were microdontic and cone shaped. The upper mediolateral incisor was lacking. There was a slight impairment of hearing but, because of lack of cooperation, audiometric analysis could not be performed. There was partial syndactyly of the second, third, and fourth fingers of both hands with interdigital webbing, and of the second and third toes of both feet (figs 3 and 4). His skin was significantly thickened and dry, especially on the extremities. The parents had seldom noted sweating. The nipples and areolae were reduced in size. Evaluation of psychomotor development showed moderate retardation. The speech disorder was attributed to anatomical lip and palate impairment and to his psychomotor retardation. The remainder of the physical examination was normal. X rays of the skull and long bones were all normal. Intravenous pyelogram showed slight obstruction of the ureterovesical junction-extrarenal pelvis and spina bifida. Bone age was retarded by one year.
Other laboratory tests including EEG, haemogram, renal function, and urine culture showed normal results. CASE 2 The brother of case 1 was born on 2.2.79, weighing 2500 g, after a normal 40 week gestation (IV.5, fig  1) The parents were both examined physically and were found to have no congenital malformations. Partial hearing loss in the mother was believed to be a dominant type because of the family history. With two sibs being affected, and with the phenotypically normal parents being first cousins, autosomal recessive inheritance is very likely in our family. X linked transmission, though theoretically valid, is less likely. The two relatives mentioned in the family history, with syndactyly and cleft lip respectively, are difficult to explain under autosomal recessive inheritance. However, they were not available for study and their history was inadequate. We believe that EEC syndrome, odontotrichomelic syndrome, and similar conditions form, as Pinheiro and FreireMaia9 have suggested, a 'community' or 'family' showing genetic heterogeneity. We suggest our cases belong to this community representing either a variant of EEC syndrome or a new syndrome with autosomal recessive inheritance.
